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Dear Editor,
With interest we read the article by Mohammadpour

Ahranjani et al. about a nine-year-old girl with heart failure
due to systolic dysfunction and left ventricular hypertra-
beculation/noncompaction (LVHT) in whom the associa-
tion with skin abnormalities led to the diagnosis of Carava-
jal syndrome (CS) (1). We have the following questions and
concerns: mutations in the desmoplakin genes have been
identified in some patients with CS. However, there are also
CS-cases in whom no mutations of the desmoplakin gene
have been found thus indicating genetic heterogeneity (2).
It would be interesting to know if genetic studies were car-
ried out in the presented patient.

In the case report we miss information about the fam-
ily history of the patient. It is only indicated that two
cousins suffered also from skin lesions and it remains un-
clear if they were investigated by a cardiologist and derma-
tologist. Since CS seems to be autosomal recessively inher-
ited it would be of interest if the patient’s parents were con-
sanguineous and if other family members showed any car-
diac, skin or hair anomalies.

CS may also be inherited as an autosomal dominant
disease. In these cases, dental anomalies have been found
(2-6). Thus, information about dental anomalies in the pre-
sented patient or in her family would be of interest.

Regarding the patient’s history, we would like to know
if there were any other health problems during pregnancy
or early childhood except the skin problems and about her
intellectual development. It is mentioned that she was di-
agnosed with anemia at age 8 years, but the type of anemia
and the therapy are not indicated.

CS is characterized by woolly hair. We miss the descrip-
tion of the patient’s hair.

CS manifests frequently with arrhythmias, even lead-
ing to sudden death (4-6). Thus, it would be of interest
to get information about any electrocardiographic abnor-

malities and whether she had a history of syncope, vertigo
or spells suggesting arrhythmia which are reported to pre-
cede sudden death (7). If carried out, results of 24-hour
Holter monitoring and bicycle stress testing are of interest.
Implantation of a defibrillator (ICD) is reported in patients
with CS and we miss information if this was considered in
the presented patient (3, 6). Application of a wearable de-
fibrillator (live vest) could be an alternative to protect her
from sudden death and to defer placement of an ICD, or im-
plantation of a loop recorder to more effectively assess the
risk of ventricular arrhythmias and sudden death and to
support the indication for an ICD.

The patient suffered from systolic dysfunction of the
left ventricle. It would be of interest if the right ventricle
did also show any abnormalities.

CS associated with LVHT has been reported in only 3
cases (2, 5, 8). The location of LVHT within the left ventri-
cle should be described more precisely and how it was dif-
ferentiated from thrombi, papillary muscles, or aberrant
bands. Since the presented echocardiograms date from the
year 2012, recent follow-up data could be useful. It would
be interesting to know if LVHT changed in size and degree,
if left ventricular function improved and left ventricular
diameter decreased after successful heart failure therapy.

Since LVHT is frequently associated with neuromuscu-
lar disorders it would be of interest to know if the patient
was investigated neurologically and if she had a family his-
tory of a neuromuscular disorder (9).

In the end of the discussion, the authors state that “we
need much more time for the follow-up, cannot conclude
clearly about the prognosis…” (1). Although CS as well as
LVHT are rare disorders, there are sufficient data which in-
dicate that both diagnoses in children and young adults
are associated with a high risk for sudden death (10). Thus,
careful follow-up and protection from sudden death seem
mandatory in the presented patient.
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Overall, it would be helpful to present more rele-
vant background information, information about follow-
up data, and information about risk stratification and risk
management.
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